Gargoylism (Chondro-osteo-dystrophy, Hepatosplenomegaly, Deafness) in Two Brothers.-E. A. COCKAYNE, D.M. Parents normal and not blood relations. One other child, a girl, aged 6 years, normal. No history of similar condition in family. Roy S., male, aged 9 years. Limited movement of joints noticed from birth. Sat up at 7 months, walked at 12 months, spoke single words at 8 months, at which age he became deaf, and has spoken little since. Coarse hair, yellowish-white in colour. Depressed bridge to nose. Purulent nasal discharge. Face large, with Gargoylism in two brothers. coarse features. Ears very large. Tongue large. Head large and brachycephalic, with bulging of lower part of temporal bones. Supra-orbital ridges prominent. Head circumference 21 in. Teeth: full set, normal and in good condition. Corneae clear, fundi normal. Abdomen protuberant, with small umbilical hernia. Liver enlarged two fingerbreadths below costal margin. Spleen not palpable, splenic dullness increased. Both testicles in scrotum and normal in size. Downy hair on back. 4 104
Mentality: Bright and quick, takes notice of all that is going on around him, and plays a good deal with his brother in the next bed. Happy, contented, and friendly. Very deaf, though not completely so. Lip-reads well. Speaks only a few words, but is able to read simple words.
Skeletal system: No kyphosis. Pes cavus on both sides. The right knee is considerably swollen, the enlargement being bony. No other joint swellings. Shoulders: abduction limited to a right angle. Elbows: flexion limited to threequarters, extension almost full, more on left than right. Considerable limitation of pronation and supination. Wrists Radiological examination : Skull thick. Sella turcica large and deep. Bodies of vertebra flattened. Ribs broad. Humeri thick, especially at extremities. Radii thick and curved outwards, ulnon greatly thickened with a small projection on inner side of lower third of left ulna. Metacarpals and phalanges short and broad. Necks and shafts of femora thick, shafts of tibim and fibulh thick and shorter than normal, tibih especially thickened at extremities. Metatarsals and phalanges broad and short.
Blood cholesterol 204 mgm. per 100 c.c. serum. Wassermann reaction negative.
Proceedings of the Royal Society of Medicine 6
Dr. Cockayne said that the syndrome, first recognized by Helmholz and Harrington, had been described more fully and named gargoylism by Ellis, Sheldon, and Capon. The two children, one of whom he was unable to bring to the meeting, but whose photograph he was showing, were interesting because they were brothers, and because of the mildness of their disease. They had no corneal dystrophy, their rnental condition was better, and their bone changes less than in most of the recorded cases. Some cases were not mentioned in the paper by Ellis, Sheldon, and Capon, notably those described by Nonne under the title " Familiares Vorkommen einer Kombination von imperfekter Chondro-dystrophie mit imperfektem Myxoedema infantile." Three sisters out of a sibship of six were affected, and had the disease in a still milder form. They were intelligent, their eyes were normal, and there was no recognizable enlargement of the liver or spleen, but they were dwarfed and Dennis S. had the other characteristic signs. Professor Nonne had given him (Dr. Cockayne) furtber particulars some time ago, and had said that the twins, then aged 23, were still mentally normal, but were sexuially undeveloped. They were German, and their parents were second cousins.
Two brothers with the disease in a slightly more severe form than those described here had been shown before this Section by Hunter, in 1917.
Murk Jansen had described a case in a boy (patient 1), and Davis and Currier, under the title of "Morquio's disease " had described two. They were brothers, with buphthalmos and optic atrophy, in addition to the usual signs, members of a sibship of five, and a sister was probably affected also. Ruggles in his paper on " Dwarfism due to Disordered Epiphyseal Development " had described a sibship in which two boys and a girl had this dystrophy, and one boy and three girls were normal. In a personal letter he said that they were German, and that their parents were not blood relations.
So far the condition had affected only one member of a sibship, or had had a familial incidence, and was therefore probably recessive. In most cases there had been no consanguinity of parents, but in Nonne's cases the parents were second cousins, and in an unpublished case they were first cousins.
As to the ietiology: When he (Dr. Cockayne) had shownl a case before this Section in 1935, he suggested that the changes found in so many different systems made it probable that the underlying cause was an error of metabolism. He was then unaware that a boy, with early deafness, in addition to the other signs of the disease, had been described by Hurler, and that his brain had been examined histologically by Tuthill under the title " Juvenile amaurotic idiocy". Lipoid had been found in the cells in many parts of the brain, but the appearance differed in some respects from both juvenile and infantile amaurotic idiocy. Similar changes had since been found in the brain in another case not yet published. There could therefore be little doubt that the dystrophy was due to an error of lipoid metabolism and that the mental deterioration and the enlargement of the liver and spleen were due to infiltration with lipoid.
